Chondrodysplasia punctata. Report of parent-to-child transmission.
A family with chondrodysplasia punctata of the Conradi-Hünermann type is presented. The diagnosis was not made on the affected child who died after orthopaedic surgery for the complications of the condition. The mother had undoubted stigmata of the disease, and a previous child, who died shortly after birth, might also have had the condition. Sound genetic counselling could only be offered after accurate diagnosis was made.